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OUTOI'EHETUYHI JOCJ/IL?)KEHHSA ITPU ITIOPYIWEHHAX
PENPOJYKTUBHOI ®YHKIIIi: PETPOCIIEKTUBHUI AHAJII3

Mema. IlopymeHHs: GepTUIBHOCTI — OAHA 3
HaWUTTOMIMPEHIITUX MPOOIEM CyIacHOI perpoIyKTo-
norii. AHOMaJIii XpOMOCOM BiJirparOTh 3a4Hy POJIb
y BHHUKHEHHI HOpYLIEHb penpoaykuii. Metoio
JOCIIKEHHS 0yJI0 BCTAHOBJIEHHS YacTOTH Ta CIIe-
KTpY aHOMalii KapioTUMy Yy NOAPYXHIX map i3
HeruniaasaM. Memoou. Y niepioa 3 2004 mo 2022 pp.
BHKOHAIIM KapiOTHITYBaHHA 652 MOApYXHIX mmap i3
MOPYLICHHSIMH PENpONyKTUBHOI (YHKUII, cepex
sikux 203 moApyKHI MapH i3 HepBUHHUM HETUTi M
(ITH), 240 moxpy’kHiX map i3 HABUKOBUM HEBHHO-
myBaHaaM BaritHocti (HHB) ta 209 — 3i ciopanu-
yHOI0 BTpatoio BaritHocTi (CPB). Peszynsmamu.
UucenbHI Ta CTPYKTYPHI BIOXHJICHHS KapioOTHITY
niarHoctyBanu 'y 37 (2.84 %) i3 1304 oci6 i3 He-
wnigaaM, Hadacrime y rpymi i3 I[TH — 3.4 % Ta
HHB — 3.3 %. Anomainii xpoMocoMm 3adikcyBaiu y
3.1 % xiHok Ta 'y 2.6 % 4onoikis. HalinommupeHi-
mi (26 Bunazakis i3 37; 2 %) nMTOreHEeTHUYHI TIOPY-
LIEHHS — LI€ TPaHCIoKalii, peuunpokHi — 18 Buma-
ki (1.4 %) Ta poOepTcoHIBCBKI — 8 BHIAIKIB
(0.6 %). YuncenpHi Ta CTPYKTYpHI aHOMalii TOHO-
com 3adikcyBamm y 9 ocib (0.7 %), nomaTkoBy Map-
kepHy xpomocomy — y 2 (0.14 %). Bucnoexu.
Amnomautii kapioTumny xapaktepHi ais oci6 i3 ITH ta
HHB i 3ycTpivaroThCcsi 3 OJHAKOBOIO YacCTOTOIO
cepell )KIHOK Ta 4osoBikiB. HucenbHi aHOMANIT TO-
HOCOM BUSIBJICHI BUKIIIOYHO y MO3aiuHii (hopmi.

Knrouosi crnosa: Hetwmiaas, KapioTUl, aHOMa-
i XpOMOCOM.

BcecBiTHs opraHizamisi OXOpPOHH 30pOB’S
(BOO3) BBaxkae Hemmimus (110 BU3HAYAETHCS SIK
HE3JATHICTH 3aBariTHITH micisa 12 MICSLIB CTaTEBO-
ro XKUTTA 0e3 BHKOPHCTAaHHS KOHTPAIENTHBIB) SK
cepiio3Hy npobiieMy, OB s3aHy 3i 310poB’siM. [liii-
CHO, MOPYLICHHS! PENpOAYKILii CHOCTEpIraeTscs y
roHaza 50 MiTBHOHIB TTap y BcboMy CBIiTi [1].

[Mapam i3 mopymeHHsIM QEepTHIBHOCTI PEKO-
MEH/IOBaHEe KapiOTUITyBaHHSA, IO € JIOTIYHUM, Bpa-

XOBYIOYHM Xo04a O Te, [0 YacToTa HOCIIB 30aaHCco-
BaHUX CTPYKTYPHHX TepedyIoB XpOMOCOM B 3ara-
TBbHIA TOMyJsii KonmBaeTbes y Mexkax 1:400 ~
1:500 (0.2 ~ 0.25 %) cepen HOBOHAPOIKEHUX, Ta
3poctae mo 0.6 % cepen HEILTIMHWUX Map Ta M0
9.2 % cepen MOJPYXHIX Map 13 HABUKOBHM HEBU-
HomryBanHsM BaritHocTi (HHB) [2, 3].

Jlnst ocib 13 HeIIiIaM XapakTepHi aHOMail
CTaTEBUX XPOMOCOM, IO 3ycTpidatotbes y 1:400
HOBOHapokeHuXx [4]. Yacrora X-moHOCOMIT —
1:2000 >xuBOHApPOMKEHUX miBYAT, ¢. KistitH(pens-
Tepa — 1:658 >KMBOHAPOIKEHUX XJIOIMYHKIB [ITHT.
no 4]. JleranpHuii aHaii3 BKa3ye, 110 OCOOH i3 C.
TepHepa mepeBaXHO € CKPUTUMH MO3aikaMu Ta
MaloTh KJITHHHI JiHII 13 HOpMaJbHUM HaOOpOM
CTaTeBUX XPOMOCOM a0o0 3i CTPYKTypHUMH aHOMa-
JiSIMUA TOHOCOM [ 5, 6].

Cepen XpoMOCOMHHX TMepeOyI0B, 3AaTHUX
MPOBOKYBATH HETLTiJIsI, 0COOIMBE 3HAYCHHS MAIOTh
TPaHCJIOKAIlil — PEIMIPOKHI a00 3 y4acTH aKpoIiie-
HTPUYHHUX XPOMOCOM, T. 3. pPOOEPTCOHIBCHKI TpaHC-
mokartii (PT) [7, 8].

Omxe, aHOMaJIi XpOMOCOM € BaroMuM T'eHe-
THYHUM YWHHUKOM (OpPMYyBaHHS TOPYLICHb pe-
npoaykTuBHOI ¢yHKIII. Tomy kapioTHITyBaHHS €
BaYXJIMBUM TIPU BCTAHOBJICHHI IPUYMHU HETUTI IS,

Marepianu i meToan

IIpoananizyBanu pe3ysbTaTH KapiOTHITyBaH-
Hs oci0 13 Hemmigasam. [loapyskHi napu mpoxoaunu
MEIUKO-TCHETUYHE KOHCYJIbTYBAaHHS 3 IPUBOIY
MOPYUICHHSI penpoayKTUBHOI (yHKIII Ta ImIa-
HyBanHs BariTHocTi y 1Y «ICII HAMH VYkpainny,
JIbBiBCEKOMY MiXo0JIacHOMY MEJIUKO-
TeHETHYHOMY IIeHTpi npoTsiroM 2004-2022 pp.

LluToreHeTH4Hi AOCHiIKEHHS BUKOHYBAJIH
Ha MeTada3HUX IUIACTHHAX, OTPUMAHHUX 13 KyJbTY-
pu miMpouuTiB nepudepiiHoi KpoBi 3TigHO 3 3ara-
JTEHONPUUHATUMH MeToAamH [9, 10].
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Cepen 652 map i3 mopymeHHAMH (GEepTHIIb-
HOCTi 203 mapu (406 oci0) 3BEpHYIHUCS 3 TIPUBOIY
nepBuHHOTO Hemmiaas, 240 map (480 ocib) — i3
HaBUKOBMM HEBHHOIIYBaHHSAM BaritHocTi, 209 map
(418 ocib) — 31 cropaaUIHUMHU PENPOTYKTUBHUMHU
BTpaTaMH.

Pe3ynbTaTtn T2 00rOoBOpeHHs

[opymenHs ¢pepTUIBHOCTI — OAHA 3 HAMIO-
LIMPEHIINX MPOoOJIeM CydYacHOI PenpoyKTOJOTiI.
ITepsunne uermians (ITH) Bu3snagaeTbes Ik He3na-
THICTH 3aBariTHITHA HiciA 12-TM MICSAIIB CTAaTEBOrO
XKHUTTS 0e3 BUKOPUCTAHHs KOHTpauentusiB. [Ipuo-
mu3HO 25 % OKIHOK BTpadand TpUHANAMHI OJHY
BariTHicTh. Taka pa3oBa BTpara BariTHOCTI OKpec-
JIOETHCA TIOHATTSAM «CIIOPAIUYHI PETNPOTyKTHUBHI
Brpati» (CPB). Haifuacrime mo omHOpa3oBoi BTpa-
TH BariTHOCTI CTIIPUYMHIETHCS TUMYACOBA Iisl SIKO-
roch YMOBHOT'O IMOIIKOKYIOYOTO YHHHUKA (-iB),
HOCHTH TUMYACOBHH XapakTep i He MPHU3BOIUTH 10
MOpYLIEHb PEeNpONyKTHBHOI (DYyHKIIi KIHKH B IO-
nanemomy. Opnak, Y 0,5-1 % BumangkiB micis
MIEePIIOT0 MHMOBIUIBHOTO TIepEpUBAHHSA BariTHOCTI
BiOyBa€ThCsI HACTYNMHUM 1 JKiHKa MOTpaIuisie B
IpyIny PU3UKy HABUKOBOT'O HEBUHOIIYBAaHHS BariT-
vocti (HHB). IJopa3 gactimre HHB oxpecimoeTbes
SK 2- 1 Ta Oijbllle MUMOBUIbHI BTPAaTH B aHaMHE3I.
Jlo reHeTHYHNX YMHHUKIB MOPYIIEHHS (EePTUIBHO-
CTi BIIHOCSTh TIOPYIIEHHS CTPYKTYPH Ta YUCEIBHO-
CTi XpPOMOCOM.

[IpoananizyBanu pe3ynbTaTd KapioTHITyBaH-
HS TO/IPYKHIX map i3 HerwiansaMm. Cepen 652 map i3
nopyuenHsMu ¢epruibHOCTI 203 mapu (406 ocib)
3BEPHYJIUCS 3 MPUBOY NEPBUHHOTO Hermians, 240
nap (480 oci6) — i3 HHB, 209 map (418 ocib) — i3
CPB. UwmcenbHi Ta CTPYKTYpHI BiIXHJICHHS
kapiotuny BcTaHoBwin y 37 (2.84 %) i3 1304 06-
CT&KCHMX OCI0 Ta HaWJaCTIIe BUSBISIIN CEPEI
oci6 i3 [TH — 3.4 % ta HHB — 3.3 % (tabx. 1). Ya-
CTOTa HOCIiiB XpOMOCOMHUX 3MiH HalfHIKYa y TPYIIi
oci6 i3 CPB — 1.7 %. Yacrora HOciiB aHOMaJIii
KapiOTUITy y HAIIOMY JOCJIDKECHHI € HUKYOK BiJ
AHAIIOTIYHMX  TIOKA3HUKIB y  JIOCHIIDKEHHSX
Serapinas D. Ta cmiBasr. [11] — 6.6 %, And6 S. Ta
ciBasT. [12] — 8 %, Ta BUIOIO BiJl MOKA3HUKIB y
nociipkennsx Clementini E. ta cmiaBt. [13]. Le
OB 's13aHO 13 PI3HUMH CITiBBiIHOIIEHHSMHU TPYI
obcrexxyBanux i3 HII ta HHB y nux mocmimxen-
HSIX, Ta BiAcyTHicTIO rpynH i3 CPB.

Binxunenns kapiotuny 3adikcyBamm y 3.1 %
KIHOK Ta y 2.6 % YOJIOBIKIB, 110 BiIPI3HAETHCS Bif

MOKa3HUKIB iHmMX aBtopiB [11-13]. HaiiBumuit
BIJICOTOK TIOPYIICHb KapiOTHITy CIIOCTEpiraau y
xiHok i3 HHB — 4.2 %, HaliHmK4nil — y 40JOBIKiB
i3 CPB — 1.4 %. Yacrora HOCiiB HOpyILIEHb Kapio-
Ty Oyna TMPaKTUIHO OJHAKOBOIO B OCIO pi3HOL
crari y rpymi i3 IIH (i3 HeBenukoio mepeBaroro
cepen 4onoBikiB — 3.9 % mopiBasHO 13 3.0 % —
cepen xiaok) Ta CPB (1.9 % cepen xinok ta 1.4 %
cepel YOJIOBIKIB).

[IpoananizyBaiu CeKTp 3MiH KapiOTHITy IPH
MOPYIIeHHAX (epTHIbHOCTI (Tabm. 2). Baroma vac-
THHA — 26 13 37 IIUTOr€HETUYHUX 3HAXIJOK — II€
Tpancnokamii (2 %), peuunpokHi — 18 Bumamkis
(1.4 %) Ta pobeprconiBcrki — 8 Bumaakis (0.6 %).
UmcenpHI Ta CTPYKTYypHI aHOMAaJil TOHOCOM 3adik-
cyBam y 9 oci6 (0.7 %), npucyTHICTb JOAATKOBOI
MapKepHOi XPOMOCOMH HEBCTAaHOBJIEHOTO II0XO-
JoxeHHS —y 2 oci6 (0.14 %). MapkepHi XpoOMOCOMH
y 0ci0 i3 MOpYyIIECHHAMH PENPOAYKTHBHOI (yHKILIi
ommcaHi y poborax Andd S. ta cmiBaBT. [12] Ta
Clementini E. Ta cmiBaBt. [13] Ta BigcyTHi y
Serapinas D. Ta cmiBaBT. [11], mo MOSICHIOETHCS
YUCETHHO MEHIIIOI0 BHOIpKOIO 00CcTeKyBaHuX [11].

KinmpkicTe HOCIiB peIMIPOKHHUX TpPaHCIIOKA-
il OJHAKOBa cepell JKIHOK Ta YOJOBIKiB — mo 9
ocib (0.7 %). Y uux TpaHCIOKamisx 3amydeHi 15 i3
23 xpomocom, OoKkpiM xpomocoMm 7, 13, 14,16, 18,
21,22 T1aY.

Ci HaroJIOCHTH, 10 YMCEILHI aHOMAJIl To-
HOCOM BHUsBJIEHI y Mo3aiunid Qopmi y 8 ocibd
(0.6 %), nepeBaxHo y xkiHOK (5 Bumaskis, 0.38 %).
OcHoBHa yacTKa I1i€l maTojorii 3adikcoBaHa B 0ci0
i3 [IH (5 Bunankis, 0.38 %). Y nocnimkenni Ando
S. ta cmiBaBT. [12] uucenbHi aHOMalii TOHOCOM
3adixcoBani y 2.22 % vonosikiB Ta 0.36 % XiHOK,
MPUYOMY B OCTaHHIX BHKIIIOYHO y Mo3aiuHiil ¢op-
mi. OTxKe, HaIIl aHl MO0 BCTAHOBJIEHHS YHUCEID-
HOTO TOHOCOMHOT'O MO3aillU3My Yy JKIHOK 13 HEILTiJI-
JISIM CTIIB3BYYHI 13 pe3yibTaTaMu J0CHiKeHb Ando
S. ta cmiBaBt. [12] Ta Clementini E. Ta cmiB-
aBT. [13].

Omxe, s ocib 13 HEIUTIAASIM XapaKTepHi 5K
YHCENbHI, TaK 1 CTPYKTYpHI aHOMalii XpOMOCOM.
BinmMiHHICTH 9acTOT Ta CIEKTPY aHOMAaNiid Kapio-
TUTY Y PI3HUX MyOJiKamisiX 3aJeKUTh BiJ BETHUYH-
HU TPyl 00CTe)KYBaHUX Ta (opMyBaHHS IIOJ0 TH-
My PETNPOLyKTUBHUX MOPYIICHb.

[Ipuxtagy penunpoKHUX Ta poOEpPTCOHIBCH-
KHX TPaHCIIOKAIlill BUCBiTIIeH] y puc. 1-4.
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Tab6murs 1. YactoTa 3MiH KapioTUITy cepe Imap i3 MOpYIIeHHIMH PeIpoTyKTUBHOI (yHKITIT

) JKinku (abc.urcno/BiICOTOK) Yonosiku (abc.9nco/BiICOTOK)
Jharso 46, XX 3MiHU KapioTHITY 46, XY 3MIiHU KapioTHITY
[NepBuHHE HemmiAAA 197/97.0 6/3.0 195/96.1 8/3.9
HaBukoBe HeBHHOIITYBaHHS 230/95.8 10/4.2 234/97.5 6/2.5
Cropaziiil PENPORYKTHBH| )5 ¢ | 4/1.9 206/98.6 3/1.4
BTpaTH
Bceboro 632/96.9 20/3.1 635/97.4 17/2,6
Tabmuns 2. CriekTp 3MiH KapioTuy B 0ci0 i3 opyIeHHIMH (epTHILHOCTI
IlepBuHHE HETLTi A
XKinku abc. YonoBiku abc. 4ncio
YHCII0
45, XX, der (13; 14) (q10; q10) 1 46, XY, t(2;6)(q37;pll.2) 1
mos 45, X [3]/ 46, XX [30] 2 46, XY, t (3; 20) (p26 ~ 25; ql3.1 ~ 1
q13.2)
46, XX, t (10; 12) (q24.1; g24.1) 1 46, XY, t (2; 10) (q13; q24.3) 1
mos 46, Xr X [9]/45, X [3] /46, XX [35] 1 |mos 45, X [3]/46, XY [30] 1
imos 47, XX, + mar [4] / 46, XX [24] 1 {6, XY, t(1;5)(q22; q35) 1
45, XY, der (13; 14) (q10; q10) 2
mos 45, X [2] /46, XY [33] 1
HaBukoBe HEeBHHOIITYBaHHS BariTHOCTI
46, XX, t (6;9) (q25; p24) 1 {46,XY,t(12;19) (p13.3; pl2~11) 1
46, XX, t (15; 17) (q22.3; p13 ~ 13) 1 46, XY, t(8;17) (q22; p11) 1
45, XX, der (14; 22) (q10; q10) 1 45, XY, der (13; 14) (q10; q10) 1
46, XX, t (5; 11) (q23.2; p13) 1 @5,XY,der (13;15) (q10; q10) 1
46, XX, t (3; 8) (p25; ql1.2) 1 46, XY, t (2; 8) (q21; q22) 1
mos 47, XXX [3] /46, XX [24] 1 #46,XY,t(3;18)(ql3.2;q23) 1
46, XX, t (10; 13) (q24; q22) 1
46, XX, t (X; 4) (928; q31.2) 1
46, XX, t(3; 8) (q31; g24.3) 1
45, XX, der (15; 21) (q10; q10) 1
CriopaauyHi penpoayKTUBHI BTpaTh
47, XXX 1 46, XY, (6;9) (q13; q13) 3024 1
46, XX, t(2;9) (q31; q32) 1 mos 45, X [3]/46, XY [30] 1
mos 45, X [4] / 46, XX [29] 1 mos 47, XY, + mar [5] / 46, XY [20] 1
45, XX, der (13; 14) (q10; q10) 1
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Puc. 1. Kapiorpama 46, XX, t (6; 9) (q25; p24) xinku i3 HHB.

Puc. 2. Kapiorpama 46, XX, t (5; 11) (q23.2; p13) xinxu i3 HHB.
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Puc. 3. Kapiorpama 45, XY, der (13; 15) (q10; q10) yonosika i3 rpynu 3 HHB.

Puc. 4. Kapiorpama 46, XY, t (2; 6) (q37; p11.2).

BucHoBKH YacTOTOI0 Cepell JKIHOK Ta 4YoJloBikiB. UmcenbHi
AHoMarii KapioTUIy XapakTepHi s ocib i3 aHOMaJIil TOHOCOM BHSBIICHI BHKIIIOYHO y MO3aid-
MIepBUHHAM HEIUTIIIAM Ta HAaBHKOBHUM HEBUHOIIY- Hil popmi.

BaHHSM BariTHOCTI 1 3yCTpiYarOTbCs 3 OAHAKOBOIO
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CYTOGENETIC STUDIES IN REPRODUCTIVE FUNCTION DISORDERS: A RETROSPECTIVE
ANALYSIS

Aim. Fertility disorders are one of the most common problems of reproductive medicine. Chromosomal abnormalities
play a crucial role in reproductive failure. The main purpose of our study was to determine the types and frequency of
chromosomal aberrations in couples with history of infertility. Methods. Karyotyping was performed in 652 couples
with reproductive failure between 2004 and 2022, including 203 couples with primary infertility (PI), 240 couples with
recurrent pregnancy loss (RPL) and 209 — with sporadic pregnancy loss (SPL). Results. Numerical and structural
karyotype abnormalities were detected in 37 (2.84 %) of 1304 individuals with infertility, most frequently in group with
PI — 3.4 % and RPL — 3.3 %. Chromosomal abnormalities were detected in 3.1 % woman and 2.6 % men. The most
common cytogenetic abnormalities (26 cases of 37; 2 %) are translocations, reciprocal — 18 cases (1.4 %) and
Robertsonian — 8 cases (0.6 %). Numerical and structural gonosomal abnormalities were detected in 9 individuals
(0.7 %), supernumerary marker chromosome — in 2 (0.14 %). Conclusions. Karyotype abnormalities are most common
in individuals with PI and RPL and a occur with the same frequency among women and men. Numerical gonosomal
abnormalities were detected only as mosaic form.

Keywords: infertility, karyotype, chromosome abnormalities.
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